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INFORMATION FOR PARENTS/CARERS 

 

MCAD DEFICIENCY TESTING 
(Medium chain acyl coenzyme A dehydrogenase deficiency)  

 
What is the Newborn Screening 
Programme?  
As a newborn, your baby had a blood 
sample taken from the heel. The blood 
was sent to the NSW Newborn Screening 
Laboratory in Sydney, where it was tested 
for several disorders. The preliminary 
screening test indicated the need to 
perform more detailed tests to see 
whether or not your child has a disorder 
called MCAD deficiency.  

 
Why are babies screened for MCAD 
deficiency?  
Newborn babies with MCAD deficiency 
are perfectly normal babies. About one in 
every 15,000 babies born has this 
disorder. Many do not have any problems 
whatsoever but some can become unwell 
when they fast for long periods of time or 
have another illness such as diarrhoea, 
vomiting or a fever.   Occasionally these 
illnesses are life threatening for a baby 
with MCAD deficiency and it is important 
to prevent them from becoming a problem  
 

What is MCAD deficiency?  
In MCAD deficiency the body has less 
than the usual amount of an enzyme 
which breaks down fats to give us energy. 
An enzyme is a protein made in the body, 
which helps a chemical reaction to 
proceed. Each of the chemical reactions, 
or steps, in the body’s metabolism needs 
a specific enzyme to function. In MCAD 
deficiency, prolonged fasting or viral 
infection may cause severe problems 

because fat breakdown is impaired, and 
toxic products may form.  
 
What tests are done next? 
A repeat newborn screening sample is 
done as well as another blood test and 
urine sample. Take the form on sample 
handling with you to give to the specimen 
collector. The results of these tests will 
determine whether or not your baby has 
MCAD deficiency. 
 
What do I do whilst waiting for the 
results? 
It is important that your baby is fed 
regularly, at least 3-4 hourly during the 
day and 5-6 hourly overnight. Six to eight 
wet nappies a day with pale colour urine 
are a sign your baby is drinking enough. If 
your baby becomes unwell, is very sleepy 
or feeding poorly, visit your doctor without 
delay. You or your doctor can contact the 
on-call metabolic doctor at the Children’s 
Hospital, Westmead for advice – phone 
02 9845 0000.  
 
What happens if my baby is diagnosed 
with MCAD deficiency? 
If your baby is diagnosed with MCAD 
deficiency you will be seen by a metabolic 
team and given more specific instructions 
on managing your baby.  
People with MCAD deficiency, lead a 
normal life, just taking extra care when 
they have an illness. 
 

 
For further information please contact your paediatrician or the NSW Newborn Screening Programme 
Cnr Hawkesbury Rd & Hainsworth St, Westmead Locked bag 2012 Wentworthville NSW 2145 Tel: (02) 
9845 3255 or (02) 9845 3659 


